SUMMARY A baby girl with some of the stigmata of Down's syndrome was found to be a mosaic with three different cell lines: 45,XX,-13,-21,+t(13q21q)/(46,XX/46,XX, -21, +t(2lq21q). The chromosome rearrangements detected in this patient appear to have arisen de novo. In the normal cell line the terminal end of the p arm of one chromosome 21 is thought to have been damaged. It seems probable that this is related to the other chromosomal anomalies found. Down In the abdomen, a few minor abnormalities were noted including diverticulated recti and a small umbilical hernia. The heart and respiratory system appeared normal.
On assessment at the age of nine months her development was found to be well within the normal range.
Materials and methods
Peripheral blood lymphocytes were cultured and harvested by standard methods. G banding,7 C banding,8 and nucleolar organiser region silver staining9 techniques were used to analyse the patients' chromosomes. A total of 1000 cells of the child and each parent was analysed.
Results
The child was found to have three cell lines, a normal line and two containing chromosomal rearrangements. Thus, 62-9% were 45,XX,-13, -21,+t(13q21q), 21*1% were 46,XX, and 16% were 46,XX,-21,+t(21q21q) ( This provides an interesting contrast with the present case in which only 16% of the cells were found to be trisomic together with mild physical Down's stigmata, but apparently normal development to date. While it cannot be said with certainty that the number of trisomic cells will be proportional to the degree of mental handicap, this has been suggested by some authors. We are hopeful that the prognosis for the present case will be as good as, if not better than, the similar case reported by Lieber and Shah,6 who had a much higher proportion of effectively trisomic cells. The fact that the majority of cells in our patient are balanced or normal (>80%) leads to the tentative suggestion that she will not be greatly handicapped. This is supported by her normal developmental progress at nine months, when she was considered to be a happy, responsive baby, rated as above average by her guardian. It would have been interesting to look at the relevant proportions of the three cell types in other tissues (for example, skin), but it has not proved practical to obtain a skin biopsy. Should the child progress normally, as we predict, this poses a future genetic counselling problem, since preconceptional counselling may be required based on theoretically complicated meiotic possibilities, although prenatal diagnosis may prove to be quite straightforward. We would like to hear from other cytogenetic centres with experience of similar cases.
